First cousins, related through their mothers, showed a pattern of craniofacial, brain, and limb anomalies consistent with the acrocallosal syndrome. Both patients had a defect of the corpus callosum, macrocephaly with a protruding forehead and occiput, hypertelorism, non-horizontal palpebral fissures, a small nose, notched ear lobes, and postaxial polydactyly of the hands. The boy, in addition, had hypospadias, cryptorchidism, inguinal hernias, duplication with syndactyly of the phalanges of the big toe, and a bipartite right clavicle. The girl had an arachnoidal cyst, a calvarian defect, and digitalisation of the thumbs. Motor and mental development was retarded in both patients. This observation provides further evidence of probable autosomal recessive inheritance of the acrocallosal syndrome and widens the spectrum of clinical findings and the variability of features in this rare malformation syndrome.
communication. The patients were classified as representing the syndrome by a characteristic combination of congenital anomalies, particularly craniofacial dysmorphism, agenesis or hypoplasia of the corpus callosum, duplication of the phalanges of the big toe (and, more rarely, the thumb), and postaxial polydactyly of the fingers or toes or both. As is usual in most malformation syndromes, phenotypic variability became evident after a few patients were studied, mainly concerning the presence of rarer additional malformations including cleft lip/ palate,2 5 high degree polydactyly,3 the presence and extent of syndactyly between various fingers and toes, and other brain malformations in combination with agenesis of the corpus callosum.5 The first pair of affected sibs were discordant for cleft palate and a cyst in the brain.5
The present paper reports first cousins concordant for deficiency of the corpus callosum, craniofacial anomalies, and postaxial polydactyly of the fingers, but discordant for duplication of the big toes. The boy is the first patient with ACS to have hypospadias. The patients represent the second instance of occurrence of the acrocallosal syndrome in more than one member of a family and lend further circumference 34 cm (90th centile). Apgar scores were 9, 10, and 10 at one, five, and 10 minutes, respectively. An unusual skull configuration, hexadactyly, and hypospadias were noticed at birth. Both feet had duplication of the big toes with complete syndactyly. The hands showed bilateral postaxial polydactyly with fully formed nails, the right additional finger being distinctly longer than the left and containing three phalanges. The baby fed poorly. Motor development was retarded from the beginning. At four months he was operated upon for bilateral inguinal hernias, a right undescended testis, preaxial polydactyly of the feet, and postaxial polydactyly of the hands and feet.
Clinical examination at six months of age (table,  fig 4) showed a retarded boy with multiple minor anomalies. Length (65 cm) was on the 25th centile, weight (7.48 kg) 50th centile, and head circumference (44.2 cm) 50th to 75th centile. The head was large, broad, and brachycephalic with a mildly prominent forehead, high anterior hairline, and a large (5 x 6 cm) anterior fontanelle. There was hypertelorism (ICD=3-5 cm, above the 97th centile), downward slanting palpebral fissures, alternat-ing convergent strabismus, inner epicanthic folds, sparse eyebrows, hypoplasia of the upper lids, absent lower lids, a lid length of 2-2 cm (normal), a short nose (length 2*8 cm), and normally positioned ears of normal morphology except for bilateral lobular notches. Nipples were widely spaced. Further findings included bilateral scars from herniotomy, hypospadias with the opening in the sulcus coronarius, an approximately 200 clockwise rotation of the penis, tapering fingers, narrow finger nails and toenails, and scars from operations to remove the additional fingers and toes.
Radiographs at four months (figs 5 and 6) confirmed postaxial polydactyly of the upper extremities, duplication with partial syndactyly of both halluces, and a right bipartite clavicle. Cranial sonography showed lateralisation of the lateral ventricles and a third ventricle extending unusually high cranially, both suggestive of agenesis or severe hypoplasia of the corpus callosum.
The baby smiled, but he did not fix or follow objects with his eyes and did not respond to his mother or to other optic stimuli; however, he apparently responded to acoustic stimuli. He did not grasp or reach for objects and did not turn over. His motor development at six months corresponded to that of a two month old child.
The karyotype from GTG banded preparations was normal, 46,XY.
Discussion
The two patients in this report increase the number of reported patients with the acrocallosal syndrome to 10 and the instances of more than one affected patient in a family to two.5 The first report of familial occurrence of the acrocallosal syndrome concerned sisters, but in the present family, first cousins of different sex, related through their mothers, were observed. Although the evidence is less strong than in the case of affected sibs, the most likely explanation in the absence of a chromosome aberration is still autosomal recessive inheritance with the implication that both fathers are, by chance, also heterozygotes. 
